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Abstract: Joubert syndrome (JS) is a rare autosomal recessive congenital malformation of the brainstem and cerebellar
vermis, which may be associated with other organ dysfunction (Joubert Syndrome and Related Disorders, JSRD),
mainly as retinal dystrophy, nephronophthisis, hepatic fibrosis and polydactyly. It had been reported in the previous
literature in our country, however, most do not mention other organ dysfunction. In the following case complicated with
retinal dysplasia was discussed with relate literature.
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Figure 1. (a) Sagittal TIW image shows the cerebellum is perpen-
dicular to the brain stem; (b) Axial T2 W image shows typical
molar tooth appearance is seen with prominent superior cerebellar
peduncles(black arrow); (c) Median clef is seen separating the
cerebellar hemispheres and communicating with 4th ventricle,

producing the typical bat wing (open umbrella) appearance
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